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Abstract: Leber's congenital amaurasss (LCA), one of the mast severe mherited retinal dystrophies,
is typically associated with extremely early onset of visual loss, nystagmus, and amaurotic pupils,
and is responsible for 20% of childhood biindness. With advances in molecular diagnostic technology,
the knowledge about the genetic background of LCA has expanded widely, while disease-causing
variants have been identified m 38 genes. Different pathogenetic mechanisms have been found
among these varieties of genetic mutations, all of which result in the dysfunction or absence of
their encoded proteins participating in the visual cycle. Hence, the clinical phenotypes also exhibit
extensive heterogenicity, includimg the course of visual impairment, involvement of the macular area,
alteration in retinal structure, and residual function of the diseased photoreceptor. By reviewing the
clinical course, fundoscopic images, optical coherent tomography examination, and electroretinogram,
genotype-phenotype comelations conld be established for commaon genetic mutations i LCA, which
would benefit the timing of the diagnosis and thus promote early intervention. Gene therapy is
promising i the management of LCA, while several clinical trials are ongoing and preliminary
success has been announced, focusing on RPESS and other common disease-causing genes. This
review provides an update on the genetics, clinical examination findings, and genotype-phenotype
correfations in the most well-established causative genetic mutations of LCA.

Keywords: Leber's congenital amaurosis; genotypesphenotype correlations; GUCY2D; RPESS; CRBI;
CEP290; RDH12

L Introduction

Inherited retinal dystrophies (IRDs) are & group of diseases caused by genetic muta-
tions that are characteristic of photoceptor dysfunction and eventual death of retinal cells.
Different extents of retinal degeneration result in widely varied prisentations, from milder
night blindness or color blindness to profound visual impairment [1]. Among the diverse
phenotypes and genotypes within IRDs, Leber’s congenital amaurosis (LCA) is one of the
earliest and most severe forms of IRDs. In 1869, Dr. Theodore Leber first described severe
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HYPERREFLECTIVE FOCI AS IMPORTANT
PROGNOSTIC INDICATORS OF
PROGRESSION OF RETINITIS
PIGMENTOSA
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igata the presence and clinical relevance of hypemefiective foci
lgmentosa.

saven retinitis pigmentosa cases were retrospectively reviewed. The
-line macular scans in optical coherence tomography were acquired.
| were classified according to the location in optical coherence
tomography: outer layers within the macula (HRF-outer-central), macular border beyond
the central 3 mm (HRF-owter-perifoveal), and chorold (HRF-choroldal). The visual aculty at
baseline, at 12 months, and other fundus characteristics were collected.

Results: The mean logMAR best-corrected visual aculity decreasad from 0.59 + 0.66 (20/
78 in Snellen) to 0.74 = 0.81 (20/106 in Snellen) In 1 year. Sixty-six (42.9%), 105 (68.2%),
and 98 (63.6%) eyes were classified to HRF-outer-cantral, HRF-outer-perifoveal, and HRF-
choroidal group, respectively. Hyperreflective focl were positively comelated with poorer
vigion, central macular thinning, and eliipsold zone disruption (all P < 0.001). Worse vision
was associated with older age, macular involvement, and the coexistence of two or three
HRF groups (P = 0.014, 0.047, 0.019, <0.001, respectively). Hyperaflective foci developed
more frequently in patients with thick chorokd than in those with thin choroid. The coexis-
tence of three HRF groups was correlated with quicker visual deterioration (P = 0.034).

Conclusion: Hyperreflective focl are common In retinitis pigmentosa and can be a
negative prognostic indicator of macular thickness and visual preservation. Thick choroid

HRFs, especially HRF-choroidal.
RETINA 42:388-395, 2022

ctinitis pigmentosa (RP) has a prevalence of
proximately 0.025% and is considered as the
most common phenotype of inherited retinal discases.!
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This heterogencous discase has different inherited pat-
terns and has been linked to nearly 130 genes (https://
sph.uth.eduw/retnet/discase.htm, until  June, 2021),
which lead to dysfunction and subsequent death of
rod and cone photoreceptors. In addition to the dam-
age o photoreceptors, cases with RP also present with
degencration of retinal pigment cpithelium (RPE). ves-
sel attenuation, and choroidal atrophy.! Diagnosis of
RP is based on examinations such as fundus photog-
raphy and electroretinogram, which reveal morpholog-
ical and functional defects. Molecular confirmation of
RP is based on genctic tests. The natural course
includes night blindness, visual field constriction,
decreased visual acuity, and, eventually, permanent
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Demethoxycurcumin inhibits the cell migration and MMP-2 expression in &%

human retinal pigment epithelial cells by targeting the STAT-3 pathway
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which were reduced & nesponse o DMC. The results proved the ishibsory effect of DMC on RPE cell migration
and MMP.2 by the down-regulation of the STAT-3 sgnalling pathway.
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1. Istroduction participate in RPE cell migration and EMT have been chasacterised

(Matoba et &l 2017)

Proliferative vitreoretinopathy (PVR), an adacemal wound healing
m“&hﬂqmdﬂh&hwum Ea
that involves the ab |l proliferation, migration, invason,
irdvedial hymsal s jon (EMT) and proseisase expees-
o of retinal pigment epithelial (RPE) cells followag tracticeal retinal
sepasation with fixed retinal folds and leads 1o peofound vision loss in
meaﬂmaﬂm(m-m et ul, 201% NI ex al, 2020). Patients with
retisal detach (RRD) may also develop
p&kmnﬁnr“muh:mwmm&mwy
conditioss (NI e a1, 2020). Several inflammasory factoss, such s
growth factoes aad cytokines, have been implicted I the
RPE cell migration, peoliferation and EMT (Salcgh e ul, 2020; Kis
W, 2020). Moreover, matrix metallopeotcinases (MMPs) thar
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MMPs also participase ia di such as artheiris, M
fl 1 cancer Mm(ﬁ-»mum et al., 2001; Kon

et ul., 1998; Ravi Kanth and Negeshwar Reddy, 2014 Amoagst MMPs,
MMP-2 is capable of degrading 1 collagen for malignass and
soemal cells and could serve an important role in the ssetastasis of
sumour cells (Kaczorowsia o1 ol 20200 MMP-2 has also been associ-
ated with the y of ch alrway di and aseway infe

Ovabor e ul, 2020). In addition, high MMP-2 level is associated with
PVR grade in subwetinal fhadd (Sywecails eral,, 2011).
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Abstract: Electroretinography (ERG) is an important and
visual pathway diseases. This study reviewed the medical
ERG (H#ERG) at a single medical center between 2012 and
the clinical contribution of ERG. Bucdmﬂmmdubon&xxhcdulmsfmanddrﬁnaldngnm

pahcntsmuldbcclnafzdmk)uxgqu tinal dystrophies’, ‘other retinal or macular diseases”,
‘optic neuropathies’, ‘visual complaints’, “sy ic dis /. and ‘others’. A total of 1921 full-field
electroretinograms ((fERGs) (1655 patients) were induded. The average number of fERGs prrhnncd
per year was 262 and the number of annual #ERGs was ¢ The ‘retinal dy hies” group
munhedﬁor%ﬂchhcsmdmdpopuhhmhﬂkmdbythe w!rmmulmmamhrdm
group (20.2%). The most ¥ was | nervous di The rates of
abnormal HERGs in the ‘systemic di ', ‘optic pathi andusualmphmb groups were
27.3%, 22.6%, mlel%.mspechv:l)(p<0m1).Hlsimramwemfo\mdmpahmb<m)muld
in the “systemic diseases” and “optic thi ps; epilepsy and optic nerve atrophy were the

moﬁmmmdngus r:spechvely lnbnd bvquannhngﬂrhnrborulmmﬂrm
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Abstract

This study aimed to investigate the influence of androgen deprivation therapy (ADT) for the development
of dry eye disease (DED) in subjects with prostate cancer via the use of national health insurance research
database (NHIRD) of Taiwan. A retrospective cohort study was conducted and patients were selected as
prostate cancer with ADT according to diagnostic and procedure codes. Each participant in that group
was then matched to one patient with prostate cancer but without ADT and two subject s without
prostate cancer and ADT. And a total of 1791, 1791 and 3582 participants were enrolled in each group.
The primary outcome was set as the DED development according to the diagnostic codes. Cox
proportional hazard regression was applied to calculate the adjusted hazard ratio (aHR) and 95%
confidence interval (Cl) of ADT and other parameters for DED development. There were 228, 126 and
95 new events of DED developed in the control group, the prostate cancer without ADT group and the
prostate cancer with ADT group. The rate of DED in the prostate cancer with ADT group (aHR: 0.980,
95% CI: 0.771-1.246, P= 0.8696) and Prostate cancer without ADT group (aHR: 1.064, 95% CI:
0.855-1.325, P= 0.5766) were not significantly different compared to the control group. In addition, the
patients aged 70-79 years old demonstrated a significantly higher incidence of developing DED compared
to those aged 50-59 years old (aHR: 1.885, 95% CI: 1.188-2.989, P= 0.0071). In conclusion, the use of
ADT did not alter the incidence of subsequent DED.

Key words: androgen deprivation therapy; dry eye disease; age; database; epidemiology



By A s IRRE R sk B B P o AT BRLBEED b am ST B AR ]

HHR: 110.7.1~111.6.30

A ZX =] y.
AT BT % s
A % T_H‘J_\_ - 1 | 2A A
Grafe’ s Relationship of axial length and
Archive for A corneal biomechanical
W E SCI &
1 | P e Clinical and DE}JO AR 110/8 properties with susceptibility
Experimental to unilateral normal-tension
Ophthalmology glaucoma
) /& SCI &
1 TJO
; )& SCI #L
1 TJO
: )& SCI L
1 TJO
- )& SCI L
1 TJO

X SCHHISE A R AT Ay SCT

B AR S H g

o 2chr VYL
XEgTE R .

sty SCHH

st AR

A IR, RRIANE ).



Graefe's Archive for Clinical and Experimental Ophthalmology (2022) 260:255-264
https://doi.org/10.1007/500417-021-05346-2

GLAUCOMA )

Relationship of axial length and corneal biomechanical properties
with susceptibility to unilateral normal-tension glaucoma

Ying-Yi Chen'?. 1}ing-Hong Wang'? - Jehn-Yu Huang'? - Chien-Chia Su'**®

Received: 10 January 2021 / Revised: 4 July 2021 / Accepted: 26 July 2021 | Published onllne— 19 August 2021
© The Author(s), under exclusive licence to Springer-Verlag GmbH Germa

Abstract
Purpose Corneal biomechanics, reflecting structural vulnerabilities of the eyeball, may participate in the pathogenesis of
rmal-tension glaucoma. This study investigated the pathophysiology of unilateral normal-tension glaucoma
Bﬁﬁﬁﬁ}%g—lﬁ ST (OCULUS Optikgeriite GmbH) and other ocular characteristics.
hty-three patients with normal-tension glaucoma with unilateral visual field loss and structurally unaffected fel-
111 healthy controls were included in this prospective study. Dynamic corneal response parameters, intraocular
pressure measured by rebound tonometry, central corneal thickness, and axial length were assessed on the same day. Meas-
urements were compared between affected eyes. unaffected fellow eyes. and control eyes. Risk factors for normal-tension
glaucoma and unilateral involvement were the main outcome measures.
Results A shorter first applanation time (adjusted odds ratio, 0.061; 95% confidence interval, 0.018-0.215) and a larger peak distance
(adjusted odds ratio, 4.935:; 95% confidence interval. 1.547-15.739) were significant risk factors for normal-tension glaucoma and
were associated with greater glaucoma severity (both P <0.001). Axial length (adjusted odds ratio, 29.015: 95% confidence interval.
4.452-189.083) was the predominant risk factor for unilateral involvement in patients with normal-tension glaucoma.
Conclusion The eyes with normal-tension glaucoma were more compliant than healthy eyes. Axial elongation-associated
optic nerve strain may play an important role in unilateral normal-tension glaucoma with similar corneal and scleral bio-
mechanics in both eyes.




